Acrodysostosis is an extremely rare disorder characterized by short fingers and toes with peripheral dysostosis, nasal hypoplasia, and mental retardation. We report a 16-year-old Korean boy with acrodysostosis who had characteristic clinical features and cervical spine stenosis manifested by neurologic symptoms. On presentation, he complained of difficulty in raising his arms, and suffered from intermittent pain and weakness in both upper extremities. He had short stature and dysmorphic facial features, including a broad, depressed nasal bridge, small, upturned nose, bilateral epicanthal folds, and mild hypertelorism. Moderate mental retardation and sensorineural hearing loss in both ears were also present. Radiological findings included broad, short metacarpals and phalanges with cone-shaped epiphyses, bilateral Madelung deformities, hypertrophied first metatarsals, and thickening of the calvarium. Magnetic resonance imaging findings included stenosis of the cervical spine, platybasia with compression into the cervicomedullary junction, and downward displacement of the cerebellar tonsils. Here, we report a case of acrodysostosis with symptoms and signs of cervical spinal stenosis first in Korea. If it is diagnosed in the early stages, possible life-threatening complications, including spinal canal stenosis, can be managed properly and permanent neurologic sequelae might be avoided. Therefore, it is important to consider acrodysostosis in the differential diagnosis of peripheral dysostosis.
Introduction
Acrodysostosis (OMIM 101800) is an extremely rare skeletal dysplasia characterized by abnormally short and malformed bones of the hands and feet, nasal hypoplasia, and mental retardation. Additional manifestations include . It was first described by Maroteaux and Malamut in 1968 3) , and since then, around 50 cases have been reported in the literature. The etiology and prevalence are still unknown. Most cases are sporadic, although some cases have occurred in families, suggesting autosomal dominant inheritance [4] [5] [6] [7] .
Spinal canal stenosis has been underappreciated in this syndrome, despite the loss of normal caudal widening of the lumbar interpediculate distance seen on spine radiographs in the early reports 1, 2) . Recently, it has been demonstrated that spinal canal stenosis is a common radiologic finding in acrodysostosis 8) ; however, most of these findings are asymptomatic, with only a few reported .
Case report
A 16-year-old boy with dysmorphic facial features, psychomotor delay, and short stature was referred for evaluation. He also complained of difficulty in raising his arms, and suffered from intermittent pain and weakness in both upper extremities.
He was born to a 27-year-old primigravida mother and 33-year-old father, and weighed 2.9 kg at birth. 1 ). However, an unusual iridal color change was not seen. His fingers and toes were very short and stubby, . However, none of these findings is by itself diagnostic. Because acrodysostosis and pseudohypoparathyroidism both show shortening of the tubular bones in the hands and feet, short stature, and mental retardation, these syndromes can be confused 8, 12) .
Whereas abnormalities in calcium and parathyroid hor- .
There have been some reports that spinal canal stenosis is a common complication in acrodysostosis 8, 9) .
In one previous study, 5 (38.5%) of 13 patients with spinal canal stenosis required decompressive laminectomies. It has also been suggested that in patients with acrodysostosis, the frequency and severity of spinal stenosis are similar to what is seen in achondroplasia patients 8) . Therefore, spinal cord symptoms must be evaluated in all acrodysostosis patients. The symptoms associated with spinal canal stenosis have been reported primarily for the lumbosacral region; however, some cases, including our patient, have complained of pain and weakness in their upper extremities, suggestive of cervical spine stenosis 8, 9) .
The distal radius and ulna can be malformed in acrodysostosis. In one previous report, 3 of 20 (15.0%) patients had wrist joint abnormalities and 2 patients had Madelung deformities 1) . Our patient also had bilateral .
More than 75% of reported patients have had intellectual deficits, with a mean intelligence quotient of 61 1, 2) . Moderate mental retardation was also identified in our patient. Although associated neurologic defects, including hydrocephalus, optic nerve atrophy, seizures, choreoathetosis, and strabismus have been reported in some acrodysostosis patients 1) , to date, no explanation for mental retardation is apparent.
Recurrent otitis and/or hearing loss have been noted in more than 50% of patients 1, 2) , and bilateral sensorineural hearing loss was also identified in our patient. One case was reported with wide internal auditory meati, and this condition is sometimes encountered in children with total deafness 13) . However, this finding has also been observed in a few normal subjects, and further studies are necessary to confirm the clinical significance of this sign.
Most reported cases have occurred sporadically;
however, an autosomal dominant inheritance pattern was seen in more than 10% of patients, and there seems to be variable expressivity of clinical phenotypes even in familial cases 4, 7, 14) . Owing to the rarity of acrodyso- 
